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This book comprises the papers presented by the 
invited contributors to the Annual Symposium of 
the Society for the Study of Inborn Errors of 
Metabolism. The very broad title reflects the fact 
that the Symposium had no single theme. The first 
section on Pathogenic Mechanisms consists of 6 
excellent papers. Those on genetic heterogeneity, 
the inborn errors of purine metabolism, hereditary 
defects of steroid biosynthesis and homocystinuria 
do not contain anything very new although all are 
well written and of good value as reviews. This is 
hardly surprising since the authors are all eminent 
in their fields. Two other papers in this section go 
beyond this however. L.E. Rosenberg’s report of 
his studies over many years on propionic acidae- 
mia and methylm~onic acidaemia, in which he has 
studied in detail the exact nature of the enzyme 
defects in cultured cells, gathers together his im- 
pressive and fascinating work on the nature of the 
mutant enzyme defects and vitamin Bi2 meta- 
bolism. Similarly W.M. Pardridge has a very 
thought-provoking paper on the clinical implica- 
tions of amino acid transport through the blood- 
brain barrier which may cause some rethinking in 
the dietary treatment of diseases uch as branched 
chain ketoaciduria or phenylketonuria. 
The second section of the book is largely con- 
cerned with lysosomal disorders. E.F. Neufield has 
a review on the maturation of lysosomal enzymes 
with new understandings about the carbohydrate 
residues on these enzymes into cell organelles or 
back into cells if they have already been secreted. 
An understanding of the uptake of lysosomal en- 
zymes from an extracellular to an intracellular 
position has strengthened the attempts to consider 
treating some of these disorders by enzyme ad- 
ministration. The difficulties of doing so are well 
illustrated by R.O. Brady and his colleagues from 
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the National Institutes of Health with particular 
experience in Gaucher’s disease. The difficulties of 
obtaining sufficient enzyme with the correct car- 
bohydrate recognition site still intact to give max- 
imum uptake in cells has not been easy but there 
are some encouraging preliminary results. In this 
section there is also a stimulating paper by T.M.S. 
Chang on the encapsulation of enzymes or their at- 
tachments to absorbents as possible ways in the 
future of treating inborn errors. 
The third section of the Symposium is given over 
to 5 papers on inborn errors in animals affecting 
brain development. Unfortunately most animal in- 
born errors do not seem to be counterparts of im- 
portant human diseases. However, when an exact 
animal model is found with exactly the same en- 
zyme defect as occurs in man its value is inestim- 
able. 
The final section of the Symposium was con- 
cerned with the psychological and social problems 
of those who inherited diseases. They were ex- 
plored by H. Bickel with respect to long-term 
dietary treatment of phenylketonuria. It is un- 
fortunate that some psychosocial problems do 
develop in patients who are seen to be different 
because of their requirement for a long and exac- 
ting dietary treatment. There are also some reflec- 
tions on the neonatal screening and antenatal 
diagnosis. The late D.N. Raine discussed at length 
the difficulties of providing an adequate service in 
terms of diagnosis and medical care for diseases 
which are rare. 
This volume is attractively produced by MTP 
Press. It is not, however, a book which is going to 
be purchased by individuals unless they have a par- 
ticular interest in the field of inherited metabolic 
diseases. However, it is a worthwile addition to 
any university or medical school library, to be read 
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in part or in whole by those reading for degrees in 
biochemistry or genetics. The papers would be 
useful too for those organ&g such courses who 
wish to find illustrative examples from the clinical 
field for the practical relevance of biochemistry 
and genetics in human medicine. 
D.P. Brenton 
Animal Models of Inherited Metabolic Diseases 
Progress in clinical and biological research, volume 94 
This book covers the Proceedings of the Interna- 
tional Symposium on Animal Models of Inherited 
Disease held in Bethesda in October 1981. The text 
is divided into 9 sections: The genetic basis of 
disease; Detection of animal models of human 
disease; A&ma1 models of lysosomal storage 
diseases; Inborn errors of connective and epider- 
ma1 tissues; Inborn errors of immune function and 
histocompatibility; Inborn errors of hormone ac- 
tion; Other animal model systems and considera- 
tions; Compendium of inherited metabolic 
diseases in animals. 
The topics covered vary in depth from ‘an over- 
view of mouse models in thalassaemia’ to a short 
description of ‘liver neuraminidase deficiency in- 
herited as a single gene deficiency on chromosome 
17”. However, since we often learn most about 
metabolism and genetics from the rarest inborn er- 
rors and since one rare mutant animal today can be 
a colony tomorrow, this book provides an up-to- 
date account of the search and exploitation of 
animal models. 
Each chapter has a discussion section which is 
well edited but the in~vidu~ ~ntrib~tions are 
photo-reprinted from t~es~rip~ which results 
in uneven format and quality. The last chapter 
gives an invaluable compendium of inherited 
metabolic diseases, which would be difficult to 
find elsewhere. 
Donald Patterson gives a unique rhyming sum- 
mary of all the chapters at the end of the book - 
one wonders what Wordsworth would have made 
of Chediak-Higashi and mucopolysacchariduria! 
This book fulfils a definite need and can be 
recommended for library purchase - at this price, 
the individual scientist is unlikely to buy the 
volume. 
N.D. Carter 
